CASE STUDY
We present a case of a two month old boy with an activating mutation of CaSR who presented with recurrent hypocalcaemic seizures, which settled with parathyroid hormone (PTH) infusion. However, he developed cataract at six weeks of age. p.Tyr829 is highly conserved across species and lies within the extracellular loop 3 of the CaSR protein, in a region of the protein where a cluster of autosomal dominant hypocalcaemia mutations reside (residues 819-837) (Image obtained from www.casrdb.mcgill.ca) 
